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To investigate the rcle of integrin .alpha. 7 
Tiuscle pathology, v;e used a "'candidate gene' 
of muscular dystrophy/myopathy patients. Antibodies 
against the intracellular domain cf the integrin . alpha. 7A and . alpha. 7B 
were used to stain muscle biopsies from 210 patients with muscular 
dystrophy/myopathy Dt unkncwn etiolcgy. Levels of .aipha.7A and 
. alpha. 7B integrin were found to be decreased m 35 of 210 patients 
( -apprx. 17%) , In six of these patients no integrin .alpha. 7B was 
detected. Screening for .alpha. 7B mutation in 30 of 35 patients detected 
only one integrin .alpha. 7 missense mutation (the 

mutation on tne second allele was net found) in a patient presenting with 
a congenital muscular dystrophy- 1 ike phenotype. N: integrin . 
alpha. 7 gene mutati ons were identified in al-. of the 
other patients showing integrin . alpha . 7 deficienry. 

In the process of mutation analysis, we identified a ncvel integrin . 
alpha. 7 isoform presenting 72 -bp deletion. This isoform 
results from a partial deletion cf exon 21 due to the use of a cryptic 
splice site generated by a G tc A missense m.utatic^n at nucleotide 
position 2644 in integrin . alpha . 7 cDNA. This spliced 

isofc'rm is present ..n about 12% cf the chromosc^mes studied. V;e conclude 
that secondary integrin .alpha. 7 deficiency is rathei" 
common in muscular dystrophy/myopathy Z)t unknown etiology, 
emphasizing the multiple mechanisms that may mcduiate integrin function 
and stability. 

To investigate the i"ole of integrin .alpha. 7 in 

mjscle patholDgy, we used a "candidate gene" approach m a large ccb.ort 
of muscular dystrophy/mycpathy patients. Antibodies 

against the intracellular domain of tne integrin . alpha. 7A and .alpha. 7B 
were used to stain mus::le oiopsies frim 210 patients with musrular 
dystrophy/myopathy of unknown etiology. Levels of .aipha.7A and 
.alpha. integrin were founc tc be decreased in 35 of 210 patients 
' . apprx . 1 ^* .; . . . . these patients no integrin . alpha. 7B was detected. 
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Scapuloperoneal Myopathy 



also known as: 

Myogenic f acio-Scapulo- Peroneal Syndrome 
Scapuloperoneal .Muscular Dystrophy 
Scapuloperoneal Syndrome, .Myopathic Type 

(as defined by the 

National Organization for Rare Disorders ) 

Scapuloperoneal myopathy is a rare genetic disorder 
characterized by weakness and wasting of certain muscles. 

Symptoms are usually limited to the shoulder blade area 
(scapula) and the smaller of the two leg muscle groups below the knee 
(peroneal). 

Facial muscles may be affected in a few cases. 

The leg symptoms often appear before the shoulder muscles 
become weakened. 

The rate of progression of the disorder varies from case to case. 

This condition can also occur in combination with other 
disorders. 

Scapuloperoneal myopathy is inherited as an autosomal 
dominant trait. 
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301 496-8188 
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Home Page: http:/Av\v\v.nih.go\7niams/ 

Muscular Dystrophy Association 

3300 E. Sunrise Dr 

Tucson AZ 85718 USA 

520 529-2000 

800 572-1717 

e-mail: mda((r/ mdausa.org 

Home Page: http:/Avw\v. mdausa.org 

Scapuloperoneal Disease Association 

610 Navesink Avenue 

Ocean Gate NJ 08740 USA 

908 269=0357 

e-mail: N/A 

Home Page: N/A 
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